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■INTRODUCTION
Acrofacial dysostosis (AFD) includes a number of
conditions characterized by a group of mandibulofacial
dysostoses and limb defects of varying degree. In
addition, several conditions affecting various internal
organs as well as the central nervous system (CNS)
may present along with AFD. Based on the variation
in limb deformities, two major types are recognized: (1)
Nager-type AFD, presenting predominantly preaxial
anomalies; and (2) Miller-type AFD, presenting pre-
dominantly postaxial limb anomalies１）. In 1990,
Rodriguez et al. reported three affected sibs
presenting a lethal AFD syndrome; all three suffered
severe mandibular hypoplasia, predominantly preaxial
limb deficiencies, absent fibulae and ribs, and internal
organ anomalies２）. Rodriguez-type AFD is therefore
considered a combination of the Nager and Miller
types.
In our case, the newborn female suffered from AFD
almost identical to that described by Rodriguez et al.
in 1990.
■CLINICAL REPORT
A newborn female with severe AFD syndrome
presented at an Indonesian hospital that we visited for
charitable surgical procedures for cleft lip and palate
patients. On postpartum examination we found that
the infant was unable to open her mouth because of
adhesion of the right upper and lower lips with
ankylosis of the temporomandibular joint; feeding by a
gastric tube was therefore required. In addition to the
above symptoms, the infant showed both pre- and
postaxial upper limb defects, severe micrognathia,
hypoplasia of the right maxilla and zygomatic bone,
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Abstract
Acrofacial dysostosis (AFD) is an extremely rare syndrome, characterized by severe
mandibulofacial dysostosis and various limb anomalies. Based on the variation in limb
deformities, two major types are recognized: (1) Nager−type AFD, presenting predominantly pre−
axial anomalies; and (2) Miller−type AFD, presenting predominantly postaxial limb anomalies.
Here, we report the case of a newborn female with AFD syndrome combined with Nager and
Miller type, as delineated by Rodriguez et al. The infant presented with severe mandibulofacial
dysostosis, pre− and postaxial deformities of the upper limbs, phocomelia of the left lower limb,
and other anomalies.
要 旨
Acrofacial Dysostoses（AFD）は非常にまれな症候群で，様々なタイプの上肢の低形成を伴う下顎・
顔面異骨症である。上肢の低形成により２つのタイプに分類されており，軸前の低形成を示すNager
type AFDと軸後の低形成を示すMiller type AFDである。われわれはNager typeとMiller typeの複合
タイプであるRodriguez AFDの女児を経験したので報告する。
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downward-slanting palpebral fissures, hypertelorism, a
broad and prominent nasal bridge, thin lips, low-set
ears, and a low temporal hair line (Fig. 1). The thumbs
were absent, the other fingers were short and
demonstrated both syndactyly and clinodactyly, and
both hands were fixed in palmar flexion (Fig. 2). Both
upper limbs and the left lower limb were visibly
shorter than normal. Lower limb defects included
phocomelia of the left lower limb and clubfoot of the
right lower limb (Fig. 3).
■DISCUSSION
In 1990, Rodriguez et al. reported severe, lethal AFD
syndrome in three sibs with severe mandibular
hypoplasia, pre- and postaxial limb deficiencies (with
the former predominating), and other internal organ
anomalies 2). This type of AFD syndrome (Rodriguez-
type AFD) is extremely rare and presents a pattern of
craniofacial features similar to those seen in Treacher
Collins syndrome, but with more severe mandibular
hypoplasia. Nager-type AFD differs from the Miller
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type in the diversity of the observed limb defects. The
limb defects, particularly preaxial anomalies, are of
diagnostic significance in Nager-type AFD thereby
serving to differentiate this condition from other types
of mandibulofacial dysostosis. Miller-type AFD, on the
other hand, presents mostly with postaxial limb
deficiencies and mandibulofacial dysostosis. Rodriguez-
type AFD, however, is known to demonstrate anoma-
lies including those seen in both the Nager and Miller
types. Ten cases of Rodriguez-type AFD have been
reported in the past (four males and six females) ２）～８）.
In this paper, we present the 11th case of a newborn
female presenting with Rodriguez-type AFD.
In 1992, Hecht commented that the AFD case he
had reported in 1987 was similar to the cases reported
by Rodriguez et al. in 1990９）; however, Rodriguez et al.
disagreed with Hecht's diagnosis on account of the
absence of typical additional skeletal defects and
internal organ anomalies in case reported１０）. Petit et al.
also presented a case of Rodriguez-type AFD in 1992,
confirming the existence of this new type of AFD５）.
Fryns reported sibs with almost the same type of
AFD in 1999１１）. In addition, he had previously co-
presented a case displaying similar symptoms with
Kleczkowska in1991４）. In 2002, Bates et al.６） and
Wessels et al.７） separately described a lethal form of
AFD similar to the type described by Rodriguez et al.
In their study, Wessels et al. stressed that the
presence of internal organ anomalies is important for
diagnosis.
In 2004, Dimitrov et al. presented a case of AFD and
commented that their findings completely matched the
deformities found in Rodriguez-type AFD. They
reported that Rodriguez-type AFD must include the
following symptoms: (1) Typical facial anomalies with
severe mandibulofacial dysostosis, absence of auditory
canals, and cleft palate; (2) pre- and postaxial hand and
foot defects, with predominant preaxial involvement;
and (3) additional skeletal anomalies such as11ribs,
severe dysgenesis and/or agenesis of the long bones of
the upper limbs, anomalies of the pelvic bones
(hypoplastic/absent ischii), and hypoplasia or agenesis
of the fibulae. Various anomalies affecting CNS
(arrhinencephaly, callosal agenesis), the lungs(hypoplas-
ticity/hypolobation), the heart, and the urogenital
system have also been described and further support
the diagnosis of Rodriguez-type AFD８）.
Except for the case reported by Dimitrov et al., all
the other cases mentioned above exhibited certain
differences from Rodriguez-type AFD. In our case,
however, both pre- and postaxial upper limb defects,
severe micrognathia, hypoplasia of the right maxilla
and zygomatic bone, phocomelia of the left lower limb,
and clubfoot of the right lower limb were present. In
particular, the infant presented lip adhesion of the
right upper and lower lips, with the oral fissure
extending downward from midline to the commissure.
Nonetheless, there still exists a controversy regarding
the diagnosis of this syndrome. We thus believe that
when considering a diagnosis of Rodriguez-type AFD,
the genetic background of the family should always be
examined.
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